me role o f echocardiography i n t h e management o f t h e s e PTS was evaluated by analyzing 112 echograms (ECHO) obtained because o f c a r d i o p e r i c a r d i a c enlargewent (CeE) o n c h e s t x-ray, c a r d i a c rmtnur n o t a t t r i t , l t a b 1 e t o anemia, changing f l u i d balance or p s s i b l e b a c t e r i a l e n d o c a r d i t i s (BE)
i n 34 PTS. 12 PTS n o t r e q u i r i n g d i a l y s i s (NO DIAL) and 22 PTS on d i a l sis (DIAL) were s t u d i d . The CF and c a r d i a c s i z e were a c c e p t a g l e i n a l l o f t h e NO DIAL PTS and r e q u i r e d no change i n t h e i r therapy. However, 19/22 DIAL PTS had CPE. By ECHO 15/19 had l e f t v e n t r i c u l a r volume overload (LVW) t h a t was n o t c l i ni c a l l y apparent, 5 had PE a l o n e and 10 had LVW and ,PE. Rout i n e d i a y s i s , a n t i h y p e r t e n s i v e d r u g s and d i e t r e s t r i c t i o n r e s u l t e d i n improvement o f t h e c l i n i c a l and ECHO f i n d i n g s i n o n l y 8. m e remaining 11 PTS had p e r s i s t e n t decreased CF on ECHO, w i t h 6 r e q u i r i n g i n t e n s i v e u l t r a f i l t r a t i o n , 5 digoxin, and 1 o f the 5 c l o s u r e o f a n A-V f i s t u l a to improve CF and PE. One DIAL PT i n whan a n ECHO was done to r u l e o u t RE had hypertrophic cardiomyopathy without evidence o f vegetation.
An ECHO i n a* o t h e r PT w i t h r a p i d d e t e r i o r a t i o n revealed a l a r g e m i t r a l v a l v e v e g e t a t i o n t h a t ha3 developed i n 30 days, i d e n t i f i e d a s Candida a l b i c a n s a t autopsy. Hence, echocardiography provided v a l u a b l e information about f l u i d s t a t u s and CF, a d s i g n i f i c a n t l y aided t h e c l i n i c i a n i n c a r i n g f o r t h e c h i l d r e n w i t h renal f a i l u r e .
CONGENITAL HEPATIC FIBROSIS AND POLYCYSTIC KIDNEY
4 DISEASE. Neel, 1.". ; S t i c k l e r , G.B. ; Baggenstoss,
A.H.; Mayo C l i n i c , Rochester, Minnesota, and Bernstein, J . ; William Beaumont H o s p i t a l , Royal Oak, Michigan, USA From 1940 t o 1975, c o n g e n i t a l h e p a t i c f i b r o s i s was diagnosed i n 18 p a t i e n t s who were l e s s than 18 years o l d . Only p a t i e n t s with h i s t o l o g i c confirmation of c o n g e n i t a l h e p a t i c f i b r o s i s were included. Although t h e symptoms and c l i n i c a l courses d i f f e r e d among t h e age groups, t h e h i s t o l o g i c l i v e r changes showed l i t t l e v a r i a t i o n . A l l f o u r p a t i e n t s who presented before t h e age of 3 months had enlarged kidneys, and a l l f o u r died i n r e s p i r a t o r y f a i l u r e .
Fourteen p a t i e n t s were seen a f t e r t h e age of 3 months because of symptoms a s s o c i a t e d w i t h p o r t a l hypertension. Of t h e 1 4 pat i e n t s , 6 died a f t e r massive upper g a s t r o i n t e s t i n a l hemorrhage and 1 died a f t e r a shunt o p e r a t i o n . A l l 7 p a t i e n t s i n t h i s age group who died had r e n a l i n s u f f i c i e n c y . Of t h e seven p a t i e n t s s t i l l a l i v e a t t h e time of t h i s study, only two had mild r e n a l i n s u f f i c i e n c y , but a l l seven had evidence of p o r t a l hypertension.
P o l y c y s t i c r e n a l d i s e a s e was diagnosed i n a l l p a t i e n t s . Fourteen had r e n a l t i s s u e d i a g n o s i s , and four had urographic evidence of t h e d i s e a s e . Review of t h e h i s t o l o g i c specimens of e i g h t pat i e n t s revealed t h a t , i n t h e four p a t i e n t s l e s s than 3 months o l d , t h e f i n d i n g s were t y p i c a l of i n f a n t i l e p o l y c y s t i c d i s e a s e , and i n t h e four o l d e r p a t i e n t s , c o r t i c a l and medullary c y s t s were present--findings c o n s i s t e n t with i n f a n t i l e p o l y c y s t i c kidney d i s e a s e .
TUBEROUS SCLEROSIS PRESENTING AS POLYCYSTIC KIDNEYS
4s I N INFANCY.
--
O'Regan, S., Kharrat, H., Mongeau. J.-G. and R o b i t a i l l e . P. S t e -J u s t i n e H o s p i t a l , University of Montreal, Montreal, Canada.
P o l y c y s t i c kidneys may r a r e l y be a f e a t u r e of t h e tuberous s c l e r o s i s complex i n a d u l t s . A 3 month o l d female presented a t t h e emergency room with a 2 day h i s t o r y of d i a r r h o a e and vomiting. Physical examination revealed b i l a t e r a l r e n a l masses which by pyelography and ultrasonography were p o l y c y s t i c kidneys. The mother was noted t o have adenomata sebacium on h e r forehead.
At age 5 months t h e p a t i e n t developed myoclonic s e i z u r e s . Comput e r i z e d tomography demonstrated t h e presence of p a r a v e n t r i c u l a r c a l c i f i c a t i o n s . Over t h e following 2 y e a r s o t h e r f e a t u r e s of tuberous s c l e r o s i s have been observed.
A 3 month o l d male presented f o r r o u t i n e i m u n i z a t i o n and was noted t o have b i l a t e r a l r e n a l masses. A t age 5 months h e developed myeloclonic s e i z u r e a c t i v i t y and computerized tomography demonstrated p a r a v e n t r i c u l a r c a l c i f i c a t i o n s . A biopsy of r e n a l c y s t i c l e s i o n s was t y p i c a l of t h a t described f o r r e n a l c y s t s of tuberous s c l e r o s i s . Since t h a t time both c h i l d r e n have had prog r e s s i v e mental d e t e r i o r a t i o n and have been extremely hypertens i v e though r e n a l f u n c t i o n have remained s a t i s f a c t o r y . The c a s e s s e r v e t o i l l u s t r a t e t h a t though not a previously recognized phenomenon tuberous s c l e r o s i s can p r e s e n t a s r e n a l p o l y c y s t i c d i s e a s e i n infancy and i n d i c a t e s t h a t c a r e should be taken t o o u t r u l e t h e presence of t h i s e n t i t y when g e n e t i c advice i s sought i n c a s e s of p o l y c y s t i c r e n a l d i s e a s e i n infancy.
PATWOLOGICAL STUDIES, INCLUDING MCRODISSECTION. OF
46 RENAL CHANGES I N THE MECKEL SYNDROME Cussen, L.J. and Baxter, Zhelma J.
Department o f P a e d i a t r i c s , mnash University, and Department of Pathology, University o f Melbourne, V i c t o r i a , A u s t r a l i a . Zhis study i s p a r t o f a continuing p r o j e c t on t h e c l a s s i f i c a t i o n o f r e n a l c y s t i c d i s e a s e using both c l i n i c a l and p a t h o l o g i c a l c r i t e r i a . I n t h i s paper we p r e s e n t p a t h o l o g i c a l s t u d i e s , i n c l u d i n g microdissection, o f c y s t i c kidneys from 10 p a t i e n t s with a c o n d i t i o n which i s w e l l defined by c l i n i c a l and g e n e t i c c r i t e r i a , t h e Meckel syndrome.
Zhe r e n a l c y s t s were b i l a t e r a l i n 9 p a t i e n t s and u n i l a t e r a l i n one. I n the b i l a t e r a l c a s e s , t h e r e were numerous c y s t s up t o 1 cm i n d i a m t e r p r e s e n t i n both c o r t e x and m d u l l a , while i n t h e unil a t e r a l case c y s t s were both few i n number and small i n s i z e ( w s t were l e s s than 1 mm i n diameter) and p r e s e n t o n l y i n t h e c o r t e x . EPst o f the c y s t i c kidneys were markedly enlarged (average 10 times normal weight) and, i n a l l b u t one o f t h e b i l a t e r a l c a s e s , t h e r i g h t and l e f t kidneys were of comparable s i z e .
H i s t o l o g i c a l l y t h e r e were reduced numbers o f r e n a l corpuscles with many c y s t s o f varying s i z e s p r e s e n t w i t h i n a n u d e r a t e l y c e l l u l a r i n t e r s t i t i a l t i s s u e . Many o f t h e c y s t s contained i n t r aluminal polypoid p r o j e c t i o n s , s i m i l a r t o t h e p i c t u r e presented by t h e i n t r a c a n a l i c u l a r fibroadenoma o f t h e b r e a s t .
Microdissection displayed rounded c y s t s which were c h a r a c t e ri s t i c a l l y l o c a l i z e d t o t h e terminal proximal convoluted t u b u l e s , and t o t h e c r e s t s o f t h e loop o f Henle.
'Ibis combination o f r e n a l p a t h o l o g i c a l f e a t u r e s i s , t o t h e b e s t o f o u r knowledge, d i a g n o s t i c o f t h e Meckel syndrome.
ULTRASTRUCTURAL LESIONS OF THE GLOMERULAR BASEMENT
47 MEMBRANE I N LAURENCE-MOON-BIEIlL-BARDET SYNDROME (LMBBS). P r i c e , D . , Gartner, J . G . , and Kaplan, B.S. Depts. P e d i a t r i c s and P a t h o l . , MontrPal C h i l d r e n ' s H o s p i t a l and McGill U n i v e r s i t y , Montreal, Quebec, Canada.
Although r e n a l involvement i s common i n LMBBS, glomerular u l t r a s t r u c t u r a l (EM) changes have not been d e l i n e a t e d . We have s t u d i e d glomeruli from 3 p a t i e n t s with LMBBS and have found s i mi l a r E M changes i n t h e glomerular basement membranes (GBEI). Each had r e t i n o p a t h y , o b e s i t y and polydactyly; 2 were r e t a r d e d . Two had decreased r e n a l f u n c t i o n and hypertension; one had normal f u n c t i o n and blood p r e s s u r e ; none had p r o t e i n u r i a . Intravenous urography revealed reduced concentration and d i s t o r t e d calyces i n two cases. The t h i r d was normal.
Light microscopy revealed segmental i n c r e a s e s i n mesangial c e l l s and matrix of a l l glomeruli; t h i s ranged from mild p r o l if e r a t i o n t o s c l e r o s i s . Marked changes i n t h e GBM were seen by EM. There was d i f f u s e effacement of t h e t r i l a m i n a r a r c h i t e ct u r e and segmental and i r r e g u l a r thickening a l t e r n a t i n g with t h i n n e r regions, and r a r e f a c t i o n . There were a l s o accumulations of g r a n u l a r and f i b r i l l a r y m a t e r i a l i n t h e i n n e r t h i r d of t h e GBM. S p h e r i c a l dense p a r t i c l e s were a l s o seen. I n some a r e a s t h e G B M was s p l i t and mesangium was i n t e r p o s e d . No d e p o s i t s were seen by E M o r immunofluorescence.
These G B M changes were found i n each c a s e and were independent of t h e degree of uremia o r hypertension; t h e s e changes may t h e r e f o r e be t h e primary o r e a r l i e s t glomerular abnormality seen i n LMBBS.
Congenital Renal Abnormalities i n Treacher C o l l i n s 48 Syndrome.
Burke, J.R., Row, G., P e t r i e , J.
F a t e r Childrens H o s p i t a l , Renal l l n l t , r r i n c e s s Alexandra F o s p i t a l , Brisbane, Australia.
Renal abnormalities a r e not a usual f e a t u r e of Treacher C o l l i n s Syndrome -t h r e e cases of hydronephrosis have been reported.
A 39 y e a r o l d man presented with symptoms of r e n a l f a i l u r e .
High dose urogram d i d n o t v i s u a l i z e t h e kidneys. Retroerade
pyelograms showed a riysmorphic (R) p e l v i s and t h e (L) p e l v i s c o n s i s t i n g only of a s i n g l e calyx. Ten weeks a f t e r r e c e i v i n g a cadaver t r a n s p l a n t he died from t h e complications of C. E!. V.
i n f e c t i o n . Post mortem examination revealed a (R) kidney of 6 cms and (L) kidney of 3 cms. The (L) kidney c o n s i s t e d of a s i n g l e pyramid. Histopathology showed glomerular s c l e r o s i s , perielomerular f i b r o s i s and i n t e r s t i t i a l i n f i l t r a t e with lymphocytes and plasma c e l l s .
H i s 14 year o l d son had normal r e n a l function and blood pressure. I.V.P.
showed both kidneys had dysmorphic pelvic a l y c e a l systems; (R) kidney was 8.5 cms i n l e n g t h and (L) kidney 10.5 cms.
I t would seem u n l i k e l y t h a t t h e s e most unusual r e n a l a b n o r m a l i t i e s were n o t r e l a t e d t o the Treacher C o l l i n s Syndrome i n t h i s family, s o t h a t r e n a l a b n o r m a l i t i e s should be s u s p e c t e d i n t h i s syndrome.
